Introduction
Elejalde Syndrome (ES) is also known as neuro-ectodermal melanolysosomal disease [1] . It forms a spectrum of the silvery hair syndromes. This disorder is characterized by silvery hair, pigment and neurological abnormalities like seizures, hypotonia and intellectual impairment. The immunological function is usually preserved in this syndrome. These patients have hypopigmentation due to impaired melanosome transport [2] .
Case Report
A two and half year old female child, from India presented to our tertiary care hospital with complaints of inability to walk since past 6 months. Child was apparently normal till the age of 2 years and had achieved all milestones for her age.
The mother noticed progressive weakness of the lower limbs (right more than left limb) initially which progressed to involve the trunk muscles and later the upper limbs. The progressive weakness resulted in regression of milestones. There was no history of fever, rash, recent intramuscular injection, convulsions, altered sensorium, involuntary movements, cranial nerve involvement, trauma or diarrhoea. The child had no significant illnesses or admissions in the past. Child was born of a third degree consanguineous marriage and had a healthy 7 year old sibling. She was born full term with birth weight of 3000gms. Antenatal and postnatal history was insignificant. Child was partially immunised and belonged to a lower middle social class.
Vital parameters were stable with Grade-1 protein energy malnutrition and pallor. There was silvery hair observed on the scalp, eyebrows, eyelid lashes, back and limbs. A hypopigmented macule was observed over left lower eyelid measuring 1x1.5 cm (Figure 1 ). Multiple hypopigmented lesions measuring 0.5x 0.5 cm over both the arms and thigh and an epidermal nevus measuring 7 x 1 cm was seen. There was dental caries along with a sacral dimple.
Higher mental functions and cranial nerve examination was normal. On motor system examination, tone was bilaterally reduced in all the four limbs with power more than 3/5 and reflexes being normal. There were no signs of meningeal irritation, cerebellar or sensory system involvement. There was hepatosplenomegaly with rest of the systemic examination being normal. On the basis of silvery hair and neuroregression a diagnosis of silvery hair syndrome was made.
Haemoglobin was 12.2 gm/dl with total leucocyte count of 10,900/ cmm and platelets of 2,50,000/cmm. Peripheral smear examination was normal with no intracytoplasmic granules seen in the neutrophils. Random blood sugar was 124.3 mg/dl with normal serum electrolytes, liver function tests, prothrombin time, partial thromboplastin time and cerebrospinal fluid analysis. Immunological studies in the form of serum immunoglobulin levels and lymphocyte subset analysis was normal. Magnetic Resonance Imaging (MRI) of the brain showed cerebellar atrophy with no basal ganglia calcification while the MRI of the spinal cord was normal. Hair analysis revealed alternate pigmentation and large uneven clusters of pigment suggestive of silvery hair
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Elejalde Syndrome is a rare autosomal recessive disorder. The characteristic features are silvery hair and profound central nervous system dysfunction. Unevenly distributed melanin granules are observed on hair analysis. We hereby describe, a two and half year old female child with neuroregression, diffuse hypopigmentation and silvery hair who was diagnosed to have this syndrome. 
Discussion
ES is a rare syndrome, which was first described by Elejalde et al. [3] . Only few cases have been reported so far. It is an autosomal recessive disorder which is characterized by silvery hair, neuroregression and normal immunological profile [1] . The molecular basis of this syndrome is still not understood.
Hair analysis in these patients shows characteristic small and large clumps of melanin which are irregularly distributed [4] . Maturation defect results in incomplete melanosome transport leading to hypopigmentation. The most common presentation of ES is neurological manifestation in the form of seizures, hypotonia, hemiplegia, quadriplegia, ataxia, and ocular abnormalities [5] . The onset of central nervous system involvement varies from 1month to 11 years. The second most common feature is pigmentary abnormalities.
ES was earlier considered as an allelic variant of Griscelli Syndrome (GS), therefore it has also been referred to as GS Type 1 [6] . In 2003, Bahadoran et al. [7] reported that, though there was hair shaft melanin clumping seen in ES patients which is similar to GS, there was an abnormal melanin maturation noted.
Recently, studies have shown that ES is to be considered same as GS Type 1. Apart from silvery hair and hypopigmentation, there is severe, early onset central nervous system dysfunction [8.9] .
In literature, 3 forms of GS have been reported. Type 1 GS is caused by mutations in MYO5A and is associated with severe neurological impairment. Type 2 GS is caused by mutations in GTPase RAB27A and is associated with immunodeficiency. Type 3 GS is caused by gene mutations involving melanophilin (Mlph) and is associated with hypopigmentation [10, 11] .
The closest differential diagnoses of ES are Griscelli syndrome (GS) and Chediak-Higashi Syndrome (CHS). Both GS and CHS are rare, autosomal disorder's which present during infancy and early childhood, but they have recurrent infections due to affection of humoral and cell mediated immunity. In addition to this, CHS is associated with impaired neutrophil chemotaxis and presence of abnormal giant intra-cytoplasmic granules in neutrophils found in the peripheral blood smear or bone marrow aspiration.
Management of these patients is usually symptomatic and they should be closely monitored for follow up when they start deteriorating neurologically. Usually the prognosis is fatal and mortality is due to central nervous system involvement and its complications. In 2001, Ivanovich et al. [1] reported the oldest living child of ES in literature. To conclude, any patient presenting with silvery hair and neurological involvement should be investigated for silvery hair syndrome i.e., Elejalde syndrome, Griscelli Syndrome and Chediak -Higashi Syndrome.
